SUMMARY Two teenaged children born of normal parents in a consanguineous family had evidence of abnormal neurological, endocrine, and ectodermal development. They had mental retardation, hearing loss, ocular dysmetria, hyperreflexia, and ataxia consistent with olivopontocerebellar degeneration. They had hypogonadotrophic hypogonadism and extremely short stature despite normal serum growth hormone and somatomedin-C. There was also hypodontia with peg shaped teeth and mid-face hypoplasia. normal urine amino-acids. Skull x-rays and wrist bone age were also normal.
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Mental retardation became evident after he entered primary school. Testing revealed an IQ of 51. He continued to grow very slowly and was reevaluated at 10 years of age. His weight and height were far below the 3rd centile while his head circumference was normal. Physical examination revealed prognathism and hyperreflexia in the lower extremities. Wrist bone age was 8i years. Arginine stimulated growth hormone testing was normal.
Another evaluation at 161 years again showed height and weight below the 3rd centile. Serum thyroxine, cholestrol, alkaline phosphatase, calcium, and phosphate were all normal. Serum testosterone, prolactin, FSH, and LH were in the prepubertal range. Growth hormone levels after levodopa stimulation were normal.
The patient was referred to the Yale Pediatric Endocrinology Service for evaluation of growth when he was 18 years old. Family history revealed that the parents were first cousins from a small village in Italy. The proband (IVs5) and his younger sister (IV-7) were both very short, while a brother (IV. 6) appeared to be of normal height (fig 1) . Radiological examination showed normal skull, hands, and feet. The proband had a wrist bone age of 13 i years, while his sister scored 11 years. Computed tomography of both children revealed cerebellar atrophy (fig 4) .
Discussion
Two children born of normal parents in a consanguineous family demonstrated retardation of normal somatic growth and sexual maturation. 7 showing bilateral cerebellar hemispheric atrophy.
They had mid-face hypoplasia with hypodontia and peg shaped teeth with enamel defects. Neurological examination showed mild mental retardation, hearing loss, ocular dysmetria with saccadic pursuit movements, hyperreflexia, marked truncal and limb ataxia, and a broad-based gait. The children had normal stimulated growth hormone, and their somatomedin-C levels were at the upper limit of normal for their chronological or bone ages.56 Their lack of normal growth implies tissue unresponsiveness to growth hormone and somatomedin. The absence of sexual maturation with low serum FSH and LH is consistent with hypogonadotrophic hypogonadism7 or with severe developmental delay as reflected by their markedly retarded bone ages. Mid-face hypoplasia with absent or malformed teeth has been reported as a feature of several of the ectodermal dysplasia syndromes.8
The constellation of neurological symptoms places these children among the hereditary spinocerebellar degeneration syndromes. Their clinical signs are most consistent with olivopontocerebellar degeneration.2 Atrophy of the cerebellum, as demonstrated by computed tomography in these children, was similar to that described previously in other cases by Gilroy and Lynn. 9 The association of ectodermal dysplasia and spinocerebellar degeneration has been reported in two previous families. Klingmfiller and Kirchhof'0 described four male children born of a father stated to have Friedreich's ataxia and a mother who was clinically normal but had a brother with an unspecified 'general movement disorder'. The children had normal growth and mental development with mid-face hypoplasia, hypodontia, peg shaped teeth, hypotrichosis, thin scanty body hair, hyperreflexia, intention tremor, abnormal finger to nose and heel to shin testing, and pes cavus. Geormaneanu et all' described a single female child born of unaffected parents who had normal stature and intelligence, mid-face hypoplasia, widely spaced teeth, thin curly monilethric hair, horizontal nystagmus, broad based gait, spinal lordosis and pes cavus, abnormal finger to nose testing and an intention tremor. All these cases are consistent with a cerebellar ataxia and ectodermal dysplasia.
The familial aggregation of hypogonadism and cerebellar ataxia syndromes has also been reported. Richards and Rundle12 described five affected children (two males and three females), born of normal parents in a consanguineous family, who had normal height, absent sexual development, deafness, and neurological symptoms compatible with a cerebellar ataxia. Necropsy examination of several of these patients revealed spino-olivo-dentate degeneration with involvement of the vestibularcochlear nuclei.13 Another family had two affected sibs (one male and one female), born of normal parents, who were tall and thin, and lacked maturation of secondary sexual characteristics. They were mentally retarded, and their neurological syndrome of truncal and extremity ataxia was most compatible with olivopontocerebellar degeneration.'4 Matthews and Rundlel5 reported two eunuchoid brothers with mental retardation, bilateral sensorineural deafness, and cerebellar ataxia. There was no consanguinity. Urinary gonadotrophins from the affected brothers were in the prepubertal range. Two more male patients with hypogonadism and neurological symptoms compatible with a cerebellar ataxia were described in a family by Volpe et al.16
Their karyotypes were 46,XY, and urinary gonadotrophins were less than 6 U/ml. Four affected children (two males and two females) were born of second cousin parents in a family described by 
